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We report on a 9-year-old girl with a prenatal diagnosis of
isolated megabladder. After birth, she experienced more than
15 urinary tract infections, in association with a severe right
vesicoureteral reflux (requiring reimplantation), hydrone-
phrosis, and severe voiding dysfunction. Renal ultrasono-
graphy showed progressive hydronephrosis, with bilateral
renal cortical thinning and bladder trabeculations. There was
no overt urological obstruction.
Neurological examination and magnetic resonance imaging
(cerebral and medullary) were normal, as well as statural growth.
Despite conservative therapy, bicarbonate supplementa-
tion, antimicrobial prophylaxis, and intermittent urethral
catheterization, the patient progressively developed metabolic
acidosis, urinary concentration defect, and worsening chronic
kidney disease (CKD) (glomerular filtration rate measured
with inulin clearance at the age of 9 years: 57ml/min per
1.73m2; plasma creatinine 58 mmol/l), arterial hypertension
and microalbuminuria (urinary albumin to creatinine ratio
10 mg/mmol). Figure 1 illustrates the associated facial
abnormalities.
What is your diagnosis?
http://www.kidney-international.org make your d iagnos i s
& 2010 International Society of Nephrology
a b
Patient in rest Patient trying to smile
Figure 1 | Facial abnormalities in the patient.
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The Diagnosis | Urofacial (Ochoa) syndrome
This patient presents a urofacial syndrome, also called UFOS
(urofacial Ochoa syndrome) or ‘Ochoa syndrome’.1–3
Functional voiding dysfunction is frequent in a pediatric
population: up to 15% of children present urinary dysfunction
and the same proportion presents with nocturnal enuresis at
the age of 6 years.4 By contrast, Ochoa syndrome is a rare
autosomal recessive disorder (about 100 patients reported
during the past 45 years, with a prevalence of less than 1/
1,000,000) associating a dysfunction of both lower urinary
tract and bowel, and a peculiar distortion of the facial
expression (that is, an unusual ‘inverted’ facial grimacing). A
candidate gene has been mapped on chromosome 10q23–q24.
Patients with Ochoa syndrome usually present characte-
ristic features of a neurogenic bladder but without any
apparent neurological or obstructive disorders. They present
with recurrent urinary tract infections, constipation (and
sometimes encopresis) and severe voiding dysfunction.
Urological investigations show a functional urinary obstruc-
tion with hydronephrosis, unilateral or bilateral reflux, and
renal impairment. The bladder is enlarged, thickened, and
trabeculated. Prenatal diagnosis can reveal hydronephrosis or
megabladder, and it is thus important to evaluate carefully
bladder control during childhood in patients with a history
of urological prenatal diagnosis.
These patients also present with characteristic facial
abnormalities: they seem to be crying as they smile or laugh
whereas neurological examination and investigations seem to
be normal. This inversion of the facial expression does not
correspond to a structural facial defect, but to a dysfunctional
expression.
This disease must be diagnosed early in childhood to
improve long-term renal prognosis as patients progressively
develop renal scarring, chronic kidney disease (CKD) and
arterial hypertension: patients diagnosed at school age or
later show more severe kidney impairment, that is, end-stage
renal disease.3 Unfortunately, many of these patients with
Ochoa syndrome probably remain undiagnosed whereas a
prompt treatment (that is, antimicrobial prophylaxis, inter-
mittent urethral catheterization, a-blockers, oxybutynin,
conservative therapies of CKD, and nephroprotective mea-
sures) can be proposed.
In conclusion, physicians should keep Ochoa syndrome in
mind: ask any child presenting with severe voiding dysfunc-
tion to smile!
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